
UNIVERSITY OF WASHINGTON 
SEATTLE, WASHINGTON 98105 

February 17, 1971 

D r .  Vic tor  A McKusick 
Divis ion of Nedical  Genetics 
The Johns Hopkins Hosp i t a l  
Baltimore,  Md. 21205 

Dear D r .  McKusick: 

Thank you f o r  t h e  program of t h i s  summer's B i r t h  Defects Conference. 

As I mentioned t o  you r e c e n t l y ,  D r .  Motulsky and I, i n  co l l abora t ion  k i t h  
Ed Bierman of t h e  Div is ion  of lfetabolism, have begun several s t u d i e s  on t h e  gene t i c s  
of t h e  hyperl ipoproteinemias  and t h e i r  r e l a t i o n s h i p  t o  coronary a r t e r y  d i sease .  
Other than f o r  t he  informat ion  a v a i l a b l e  on f a m i l i a l  hypercholesterolemia (Type 11)  , 
t h e r e  is  no s o l i d  g e n e t i c  d a t a  a v a i l a b l e  on these  d i so rde r s .  Hopefully,  our  
planned s t u d i e s  w i l l  p rovide  a b e t t e r  understanding of t h e  f a m i l i a l  h y p e r t r i g l y c e r i -  
demias as w e l l  as 
is a s s o c i a t e d  w i t h  t h e  gene t i c  hyperl ipoproteinemias .  The r e s u l t s  of  t hese  s t u d i e s ,  
un fo r tuna te ly ,  w i l l  n o t  be  ready f o r  p r e s e n t a t i o n  t h i s  sunmier. 

an unbiased documentation of how much coronary a r t e r y  d i sease  

However, one of our  s i d e  p r o j e c t s  is  t o  s tudy  a l a r g e  Type I1 kindred i n  t h e  
Aleut ian I s l a n d s .  Our f i e l d  t r i p  t o  Alaska i s  planned f o r  March 17, 1971, and i f  a l l  
goes as expected I ' l l  have some i n t e r e s t i n g  and new d a t a  t o  r e p o r t .  
w e  p l an  t o  s tudy  l i v e s  as an i s o J a t e d  group i n  t h e  Aleut ian  I s l a n d s  and a rose  from 
i h e  mating of an Aleut,(affected) and a German 

the  a f f e c t e d  members of t n e  Alaska family are s a i d  t o  have severe and premature coronary 
a r t e r y  d i sease .  
i n t e r e s t .  

The kindred 

&-A male (unaf fec ted) .  I n  c o n t r a s t  t o  t h e  
Ilarge kindred wi th  Type I1 eepor ted  by Harlan,  Estes, and Graham i n  Medicine i n  1964, 

Thus, formal g e n e t i c  and l i nkage  s t u d i e s  w i l l  obviously be of 

I f  ag reeab le  w i t h  you, I thoughTI b70Uld p resen t  a t  t h e  Baltimore Conference 
d a t a  from our  Aleut ian  expedi t ion ,  emphasing t h e  c l i n i c a l  c h a r a c t e r i s t i c s  i n  those  
a f f e c t e d  family members under age 20 and comparing t h i s  family - -with  t h e  Harlan 
family and wi th  Kachadurian's Lebaneese i s o l a t e .  I f  t he  USPHS HosPi ta l  i n  Aitaska 
has a y a u t o p s y  d a t a  on members of t h e  Aleut ian  k indred ,  I w i l l  p l an  t o  inc lude  t h i s  
i n  my p resen ta t ion .  What do you th ink?  

I look forward t o  see ing  you i n  A t l a n t i c  Ci ty  i n  May. I a m  very anxious t o  
d i scuss  wi th  you some of my r e c e n t  observa t ions  on Alstrom's Syndrome ( 3  sisters) 
and on a family wi th  dominantly i n h e r i t e d  s e x u a l  a t e l i o t i c  dwarfism i n  whom 
growth hormone, glucose,  i n s u l i n ,  and l i p i d  responses are a l l  normal J 

S ince re ly  yours ,  

,~Joseph  L. Goldstein,  :4 .  D. 


